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gDNA samples 1,2...n
Fragment DNA and
adaptor tag DNA ends in
single enzymatic step
Adaptor-tagged DNA library
PCR amplify
Prepared DNA library amplicons
Genomic locations of interest
Design target sequences in
SureDesign
SureSelect Capture Library
Hybridize using SureSelect Capture Library
Capture Library/prepared DNA library hybrids
Capture hybrids on streptavidin-coated
magnetic beads
Captured,target-enriched DNA library
PCR amplify using Dual
Indexing primers
Dual-indexed, target-enriched DNA library
Pool libraries for multiplex sequencing
SureSelect-enriched dual-indexed NGS samples
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$ ƒՊ(-ub-m|vb7;m|b=b;70-m-Ѵvbvo=|_;$Ŋvr;1b=b1m;|Ŋ];m;u-|bomv;t;m1bm]r-m;
Patient ;m;Ővő ;molb1-ub-|bom Protein effect (-ub-|bom|r; Prevalence PhyloP
48 ABCG5 1ĺƑƖƒƻ rĺѴ-ƖѶѴ bvv;mv; ƏĺƏƏƔŐuvƐƓƔƐƔƓƖƒƕő 5.277
ABCG8 1ĺƐѵѵƕ$ƻ rĺ_;ƔƔѵ";u bvv;mv; ƏĺƏƏƏƖŐuvƔƓѶƏƖѶƕƓƑő 2.914
TUBB1 1ĺŊѶѶƻ ƔE꤀U$!v|-u|]-bm ƏĺƏƏƓŐƐƏƏƏőŐuvƐƔƏƏƕƑƓƒƓő
49 ABCG5 1ĺƐѶѵƓƻ rĺ;|ѵƑƑ(-Ѵ bvv;mv; ƏĺƏƏƔƓƐŐuvƐƓƏƒƕƓƑƏѵő ƴƏĺƕƓѶ
NBEAL2 1ĺѵѵƒƐƻ rĺvrƑƑƐƐvm bvv;mv; Novel 5.515
50 CYCS 1ĺƐƔƔƻ$ p.Ala52Val bvv;mv; Novel 5.962
GP1BB c.del120- 142 rĺu]ƓƑv=vŖƐƓ u-l;v_b=|7;Ѵ;|bom Novel
51 FLI1 1ĺѶƐƑƻ rĺu]ƑƕƐѴm bvv;mv; Novel 5.983
MYH9 1ĺƑѶƕƑƻ rĺѴ-ƖƔѶ$_u bvv;mv; ƏĺƏƏƏƖŐuvƐƔƐƏƒѵƔƕƏő 6.088
52 FLNA 1ĺƔƖƓѶƻ$ rĺ";uƐƖѶƒ; bvv;mv; ƏĺƏƏƑѵŐuvƐѶƕƏƑƖƒƏƖő 5.952
53 FLNA 1ĺƕƔѶƒƻ$ rĺvrƑƔƑѶ(-Ѵ bvv;mv; Novel 4.858
MYH9 1ĺƕƻ rĺѴmƒѴ bvv;mv; ƏĺƏƏƐƔŐuvƔѵƑƏƏѶƖƓő 4.643
TUBB1 1ĺƐƐƖƖƻ rĺ";uƓƏƏvm bvv;mv; Novel 5.88
54 GATA1 1ĺƐƑƓƏ$ƻ rĺŖƓƐƓu]ƳƓƐ "|orѴovv mom 2.408
55 GP1BA 1ĺƑƏѵƻ$ rĺuoѵƖ; bvv;mv; ƏĺƏƏƐѶƕƑŐuvƐƒѶѶƑƔѵƓƏő ƴƐĺƓƏƕ
56 GP1BB 1ĺƑƓƑ$ƻ rĺ;ѶƐu] bvv;mv; Novel ƴƏĺƐѵƑ
57 GP5 1ĺѶѵƕƻ rĺ;|ƑѶƖѴ; bvv;mv; ƏĺƏƏƒƐƏƐŐuvƐƓƑƓƓƏƏƑѶő 2.516
58 GP5 1ĺѶѵƕƻ rĺ;|ƑѶƖѴ; bvv;mv; ƏĺƏƏƒƐƏƐŐuvƐƓƑƓƓƏƏƑѶő 2.516
STIM1 1ĺƐѶƑƻ rĺѴѵƐѴ bvv;mv; ƏĺƏƏƏƏƓƖƓƐŐuvƑƏƑƐѵƏƕƔƔő 2.851
59 ITGA2B 1ĺѶѶѵƻ rĺѴƑƖѵu] bvv;mv; Novel 3.205
RUNX1 1ĺƒѶѵƻ rĺѴ-ƐƑƖѴ bvv;mv; momŐuvƑѵƕѵƏƕƏƑѵő 6.077
60 ITGA2B 1ĺƑƐƕѵƻ$ rĺvƕƑѵŖ omv;mv; Novel 1.419
61 ITGA2B 1ĺƑƓƐƕƻ rĺ";uѶƏѵvm bvv;mv; Novel 0.148
WAS 1ĺƖƖƔ$ƻ p.Val332Ala bvv;mv; ƏĺƏƏƔƐŐuvƑƕƒƕƕƖƖő 0.096
62 MKL1 1ĺƔѵƖƻ$ rĺuoƐƖƏ; bvv;mv; ƏĺƏƏƏƐѵŐuvƑƏƏƒƏƖƖƔƔő 3.693
63 MKL1 1ĺƐƓƖƑƻ rĺ(-ѴƓƖѶ; bvv;mv; ƏĺƏƏƏƏƏѶѵƒѶŐuvƐƖƖƕƔƏƑƑƔő 2.138
64 MYH9 1ĺƑƐƔƑƻ$ rĺu]ƕƐѶ$ur bvv;mv; mom 2.044
65 MYH9 1ĺƔƏƕƓƻ rĺѴ-ƐѵƖƑ$_u bvv;mv; Novel 4.087
66 MYH10 1ĺƑƖѶƕƻ$ p.Ala965Val bvv;mv; 0.0079 4.822
NBEAL2 1ĺƓƒѵƐƻ$ rĺ$_uƐƓƔƓ;| bvv;mv; 0.0001 3.227
67 TUBB1 1ĺƓƑƐƻ rĺѴƐƓƐu] bvv;mv; ƏĺƏƏƏƏƒƑƖƔŐuvƕƕѶƖƕƔѶƑƕő 5.803
68 ABCG8 1ĺƐѵƑƖƻ$ rĺu]ƔƓƒ";u bvv;mv; ƏĺƏƏƏƑŐuvƑƏƐѵƖƏѵƔƓő 5.057
69 ACTN1 1ĺƐƒѵƻ$ rĺu]Ɠѵ$ur bvv;mv; 0.00000827 5.532
70 GFI1B 1ĺƔƏƒƻ$ rĺvƐѵѶ_; bvv;mv; ƏĺƏƏƏѵƏƐƐŐuvƔƑƕƑƖƕѶƖѵő 4.334
71 RUNX1 1ĺѶѵ$ƻ rĺ;ƑƖ";u bvv;mv; ƏĺƏƐѵƑƖŐuvƐƐƐƔƑƕƕƒѶő 0.683
NBEAL2 1ĺƓƏѶƔƻ rĺu]ƐƒѵƑѴm bvv;mv; 0.00000829 1.666
GFI1B 1ĺƔƔƐƻ rĺu]ƐѶƓuo bvv;mv; 0.00000746 1.433
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Patient Phastcons |-|bom|-v|;u PolyPhen- 2 "$ Provean 1ub|;ub- Ѵ-vvb=b1-|bom
48 1 D D D D ƒ &m1;u|-bmvb]mb=b1-m1;
1 D D D D ƒ &m1;u|-bmvb]mb=b1-m1;
&m1;u|-bmvb]mb=b1-m1;
49 0   $ N Ɠ &m1;u|-bmvb]mb=b1-m1;
0.997 D D D D Ƒķƒ &m1;u|-bmvb]mb=b1-m1;
50 1 D  D D Ƒ &m1;u|-bmvb]mb=b1-m1;
D ƑķƒķƓķƓ bh;Ѵr-|_o];mb1
51 1 D D D D Ƒķƒ &m1;u|-bmvb]mb=b1-m1;
1 D  $ N &m1;u|-bmvb]mb=b1-m1;
52 1  D D D &m1;u|-bmvb]mb=b1-m1;
53 1 D D D D Ƒķƒķ &m1;u|-bmvb]mb=b1-m1;
0.998 D  D N &m1;u|-bmvb]mb=b1-m1;
0.972 D  D N Ƒ &m1;u|-bmvb]mb=b1-m1;
54 0.572  Ɠķ"ƐķƔ bh;Ѵr-|_o];mb1
55 0   D D &m1;u|-bmvb]mb=b1-m1;
56 0.175  D D D ƑķƓ &m1;u|-bmvb]mb=b1-m1;
57 0.55   D D &m1;u|-bmvb]mb=b1-m1;
58 0.55   D D &m1;u|-bmvb]mb=b1-m1;
1 D  D D &m1;u|-bmvb]mb=b1-m1;
59 0.999 D  D D Ƒ &m1;u|-bmvb]mb=b1-m1;
1 D D D D ƒķ"Ɛķ"ƒ -|_o];mb1
60 0.957 D ƑķƓķ("ƐķƓ -|_o];mb1
61 0.286   $ N Ƒ &m1;u|-bmvb]mb=b1-m1;
0   $ N Ɠ &m1;u|-bmvb]mb=b1-m1;
62 0.987 D  $ D &m1;u|-bmvb]mb=b1-m1;
63 0.998 D  $ N &m1;u|-bmvb]mb=b1-m1;
64 1 D D D D ƒķ"Ɛķ"ƒķ
Őv;]u;]-|bomőķƓ
-|_o];mb1
65 1 D  $ N Ƒ &m1;u|-bmvb]mb=b1-m1;
66 1 D  D D &m1;u|-bmvb]mb=b1-m1;
0.999 D  $ N &m1;u|-bmvb]mb=b1-m1;
67 1 D D D D ƒ &m1;u|-bmvb]mb=b1-m1;
68 1 D D D N Ƒ &m1;u|-bmvb]mb=b1-m1;
69 1 D D D D "ƐķƑķƒ bh;Ѵr-|_o];mb1
70 1 D D D D "ƐķƑķƒ bh;Ѵr-|_o];mb1
71 1  D $ N &m1;u|-bmvb]mb=b1-m1;
1  D $ N &m1;u|-bmvb]mb=b1-m1;
0.995 D D D D "ƐķƑķƒ bh;Ѵr-|_o];mb1
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